Dear Editor, Nemaline myopathy (NM) is a congenital neuromuscular disease characterized by generalized muscle weakness (predominantly of the respiratory muscles), generalized hypotonia, and the presence of rod-like structures called nemaline bodies in muscle biopsy samples. Mutations are commonly found in the ACTA1 gene. 1 We report an NM patient carrying an ACTA1 mutation who also presented with central nervous system (CNS) lesions.
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causing the protein to lose its function and aggregate. 2 NM is classified into six subtypes based on the severity of skeletal and respiratory muscle dysfunction and the age at onset: severe congenital, Amish, intermediate congenital, typical congenital, childhood onset, and adult onset. 3 Patients with severe congenital NM present with severe hypotonia and generalized weakness with respiratory distress and dysphagia at birth. In addition to muscle involvement, CNS involvements including cerebral atrophy, white-matter signal abnormalities, delayed myelination, pachygyria, and diffuse leukomalacia rarely occur in severe congenital and intermediate NM. 4 In the present case, MRI revealed CNS lesions, which could be specific to NM. However, the reported pattern of MRI findings can also be observed in other diseases including metabolic disorders, infectious diseases, or hypoxic ischemic encephalopathy (HIE). Metabolic and infectious etiologies were less likely because of the normal metabolic workup and the lack of evidence of infection. Despite the unusual pattern of the white-matter injury and the favorable pH for HIE, a hypoxic ischemic insult was a possibility. We often encounter patients who are suspected of having metabolic disorders or HIE but where the exact etiology remains unknown. Since NM can present with CNS lesions mimicking other disorders, it may be useful to include NM in the differential diagnosis of neurological disorders with hypotonia and abnormal brain MRI findings. 
